(12) INTERNATIONAL APP: 



ION PUBLISHED UNDER THE PATENT COO] 



(19) World Intellectual Property 
Organizatioii 

International Bureau 

(43) International Publication Date 
8 July 2004 (08.07^004) 



PCX 



ION TREATY (PCT) 




(10) International Publication Number 

wo 2004/057029 A3 



(51) International Patent Classification'': 



C12Q 1/68 



(21) International Application Number: 

PCT/GB2003/005412 

(22) International Filing Date: 

11 December 2003 (11.12.2003) 



(25) Filing Language: 

(26) Publication Language: 



English 
English 



(30) Priority Data: 

0229725.7 19 December 2002 (19.12.2002) GB 

(71) Applicant (for all designated States except US): UNI- 
VERSITY OF WALES COLLEGE OF MEDICINE 
[GB/GB]; Heath Park, Cardiff CF14 4XN (GB). 

(72) Inventors; and 

(75) Inventors/Applicants (for US only): COOPER, David, 
Neil [GB/GB]; University of Wales College of Medicine, 
Department of Medical Genetics, Heath Park, Cardiff CF 14 
4XN (GB). KRAWCZAK, Michael [DE/DE]; Institut 
fiir Medizinische Informatik und Statistik, Christian-Al- 
brechts-Universitat, D-24105 Kiel (DE). HEDDERICH, 
Jurgen [DE/DE]; Institut fUr Medizinische Informatik und 
Statistik, Christian- Albrechts-Universitat, D-24105 Kiel 
(DE). 



(74) Agents: FYLES, JuUe, Marie et al.; Wynne-Jones Laine 
& James, Moigan Arcade Chamber, 33 St Mary Street, 
Cardiff CFIO lAF(GB). 

(81) Designated States (national): AE, AG, AL, AM, AT, AU, 
AZ, BA, BB, BG, BR, BY, BZ, CA, CH, CN, CO, CR, CU, 
CZ, DE, DK, DM, DZ, EC, EE, EG, ES, H, GB, GD, GE, 
GH, GM, HR, HU, ID, XL, IN, IS, IP, KB, KG, KP, KR, 
KZ, LC, LK, LR, LS, UT, LU, LV, MA, MD, MG, MK, 
MN, MW, MX, MZ, NT, NO, NZ, OM, PG, PH, PL, PT, 
RO, RU, SC, SD, SE, SG, SK, SL, SY. TJ, TM, TN, TR. 
TT. TZ, UA, UG. US, UZ, VC, VN, YU, ZA, ZM, ZW. 

(84) Designated States (regional): ARIPO patent (BW, GH, 
GM, KE, LS, MW, MZ, SD, SL, SZ, TZ, UG, ZM, ZW), 
Eurasian patent (AM, AZ, BY, KG, KZ, MD, RU, TJ, TM), 
European patent (AT, BE, BG, CH, CY, CZ, DE, DK, EE, 
ES, FI, FR, GB, GR, HU, IE, IT, LU, MC, NL, PT, RO, SE, 
SI, SK, TR), OAPI patent (BF, BJ, CF, CG, CI, CM, GA, 
GN, GQ, GW, ML, MR, NE, SN, TD, TG). 

Published: 

— with international search report 

— before the expiration of the time limit for amending the 
claims and to be republished in the event of receipt of 
amendments 

(88) Date of publication of the International search report: 

12 August 2004 

For two-letter codes and other abbreviations, refer to the "Guid- 
ance Notes on Codes and Abbreviations" appearing at the begin- 
ning of each regular issue of the PCT Gazette, 



(54) HOe: HAPLOTYPE PARXITIONING 

(57) Abstract: The invention relates to a method for identifying mutations and/or polymorphisms that are major determinants of a 
selected phenotype and is based on the identification of haplotypes and the partitioning thra^of into groups that are major determi- 
nants for said phenotype. 



INTERNATIONAirSEARCH REPORT 



bit* mal Applleallon (to 

PCi/GB 03/05412 



Accordjnfl to Intematlonai Pateni Classifleallon (IPC) or lo both national dassificdion and IPC 



B. RELDSSEAfftCHED 



Mlninnjrn documentation searched (dassiricaiion system foOowed by dassircation symbols) 

IPC 7 C12Q 



Documontallon searched other than minimum documentation to the extent thai audi documents are Included in the fields searched 



Electronic data base consulted during the international search (name of data base and. where pradlcal. search temis used) 

EPO-Internal, WPI Data, PAJ, MEDLINE, EMBASE, BIOSIS 



C. DOCUMENTS CONSIDERED TO BE RELEVANT 



Category * Citation of document, wUh indication, whero appropriate, of the reierant passages 



Raisvani to daim No. 



CHASMAN D ET AL: "Predicting the 
functional consequences of non-synonymous 
single nucleotide polymorphisms: 
structure-based assessment of amino acid 
variation" 

JOURNAL OF MOLECULAR BIOLOGY, LONDON, GB. 
vol. 307, no, 2, 

23 March 2001 (2001-03-23), pages 683-706, 

XP004466046 

ISSN: 0022-2836 

page 683 -page 690 

page 694 -page 705 



1-8 



1 ){ 1 Further documents are listed in tlie conilnuailon of box C. 


|X 1 Pstsni 'anifly membere are Usted In annex. 


" Spedal categories ol cited documenis : 

'A* document denning the general state of the an which is not 

considered to be d particular relevafice 
■e* earOer document but published on or after the International 

filing date 

-L' docuntent which may throw doubts on prlomy claim(s)or 
which is cledto edabllsh the publication date of another 
cttaiion or other spedal reason (as specified) 

■O* document reterrtng to an oral disclosure, use. exhibition or 
other means 

'p* document pubBshsd prior to the Intematlonai fling date but 
later than the prforlty date claimed 


*V later docunr^nt published after the Intematlonai filing date 
or priority date and not in confiid with the applicatton but 
died to understand the pilndple or theory underlying the 
invention ^ 

•X' document of partlcutar relevance; the claimed invention 
cannd be considered novel or cannot be considered to 
involve an Invenlh/e step when the document is taken alone 

•V document of particular relevance; the clainned inventbn 

cannot be considered to involve an invenilve step when the 
document is combined wilh one or more other such docu- 
ments, such oombinaiion being obvious lo a person skBled 
in the art 

document ntember of the same patent famliy 




Dale of ntaling of the intematbnal aeaich report 


11 June 2004 


24/06/2004 


Name and mailing address of the ISA 

European Pateni Office. P.B. 561 8 Patentlaan 2 
NL - 2260 HV Rljswllk 
TeL {+31 -70) 340-2040. Tx. 31 651 epo nl. 
Fax: (+31-70) 340-3016 


Authorized ofTtcer 

BROCHADO 6ARGANTA, M 


Porm PCT/ISA/SYO (aecona shoot) (January 2004) 


BEST AVAILABLE COPY 



INTERNATIONAL SEARCH REPORT 



Ink anal Appllcattan No 

PCi/liB 03/05412 



C.(Contlnuatien) DOCUMENTS CONSIOERBO TO BE RELEVANT 



Caiegoiy • 



CltBikMi of docuimnt, wMh Indleatton, utfian appropriate, ol tha islavani passagss 



Relevant to daimNa 



PAYSEUR B A ET AL: "Natural selection at 

linked sites In humans" 

GENE: AN INTERNATIONAL JOURNAL ON GENES 

AND GENOMES, ELSEVIER SCIENCE PUBLISHERS. 

BARKING, GB, 

vol. 300, no. 1-2, 

30 October 2002 (2002-10-30), pages 31-42, 
XP004396733 
ISSN: 0378-1119 
page 31 -page 39 

REICH D E ET AL: "On the allelic spectrum 
of human disease" 

TRENDS IN GENETICS, ELSEVIER, AMSTERDAM. 
NL. 

vol. 17. no. 9, 

1 September 2001 (2001-09-01), pages 
502-510. XP004303291 
ISSN: 0168-9525 
page 502 -page 509 

HASEGAWA Y ET AL: "IDENTIFICATION OF 

NOVEL HUMAN GH-1 GENE POLYMORPHISMS THAT 

ARE ASSOCIATED WITH GROWTH HORMONE 

SECRETION AND HEIGHT" 

JOURNAL OF CLINICAL ENDOCRINOLOGY AND 

METABOLISM, NEW YORK, NY, US. 

vol. 85. no. 3. March 2000 (2000-03), 

pages 1290-1295, XP000990096 

ISSN; 0021-972X 

the whole document 

EP 0 790 305 A (JAPAN CHEM RES) 
20 August 1997 (1997-08-20) 
the whole document 



1-8 



1-8 



1-8 



1-8 



fotm PCT/1SA/310 (continuatfon ot second sneet) (January 2004) 



INTERNATIONAL SEARCH REPORT 



im analApplleaUenrto 
PC I /SB 03/05412 



Patent document 
dtBd in search report 


Publication 
date 


Patent family 
member{s) 


date 


EP 0790305 


A 


20-08-1997 


AT 


216723 T 


15-05-2002 








AU 


723494 B2 


31-08-2000 








AU 


1266497 A 


21-08-1997 








BR 


9700957 A 


08-12-1998 








CA 


2197408 Al 


14-08-1997 








DE 


69712124 01 


29-05-2002 








DE 


69712124 T2 


12-12-2002 








EP 


0790305 Al 


20-08-1997 








US 


6238915 61 


29-05-2001 








OP 


10080277 A 


31-03-1998 



